Discussion
Alport syndrome can be associated with multiple ocular findings including macular pathologies such as lamellar or full-thickness macular holes. 1 In this case, a macular pseudohole is seen clinically, and optical coherence tomographic examination reveals a lamellar macular hole with intact outer retina. Vitrectomy with membrane peeling should be offered for symptoms of distortion owing to epiretinal membrane formation or substantial retinal changes such as cystoid abnormalities, disruption of the ellipsoid zone, and full-thickness macular hole formation. Ocriplasmin has been shown to be most successful in selected cases of vitreomacular adhesion and may induce closure of small full-thickness macular holes, neither of which are seen in this case. The clinical examination does not suggest worsening herpetic retinitis after completion of treatment for keratouveitis, so intravitreal antivirals are not indicated. Therefore, observation with serial examination and optical coherence tomography are warranted for this case. Alport syndrome is a genetic disorder of type IV collagen, with consequent systemic abnormalities in basement membrane production manifesting as glomerulonephritis, hearing loss, and ocular changes. Most commonly, Alport syndrome is inherited in an X-linked fashion (85%), followed by autosomal recessive fashion (10%-15%), and rarely by autosomal dominant fashion. 1 Described ocular abnormalities include posterior polymorphous corneal dystrophy, corneal clouding owing to accumulation of mucopolysaccharides, conjunctival telangiectasia, anterior lenticonus, cataract, and retinal flecks as well as macular holes. 1 These findings are often absent in childhood and become more apparent with aging. 2 While dot and fleck retinopathy is the most common ocular sign of Alport syndrome (85%), 3 a range of macular pathology from lamellar macular holes to giant macular holes have been reported as well as vitelliform lesions and foveal and midperipheral retinoschisis. [4] [5] [6] It is suspected that these macular pathologies may be secondary to abnormalities in type IV collagen, causing weakness of the internal limiting membrane. Others postulate that abnormal type IV collagen in the Bruch membrane may allow collection of intraretinal fluid within the retina prior to hole formation 7 or that an anomalous vitreoretinal interface may also contribute to vitreomacular interface abnormalities. 1 Although the development of these macular abnormalities is not well understood, a few observational case reports have shown that lamellar macular holes can transform into full-thickness macular holes. 4, 6 Interestingly, Shah et al 4 documented the coalescence of multiple small macular holes into a single large macular hole. Progressive vision loss is a distinct possibility in patients with Alport syndrome with early macular changes such that monitoring with fundus examination as well as optical coherence tomography might be appropriate in some cases where disruption of the outer retina or full-thickness macular hole formation may improve with internal limiting membrane peeling.
Patient Outcome
The patient was informed of the association of Alport syndrome and lamellar macular hole and asked to return with any new symptoms of metamorphopsia or reduced vision. He was followed up, and repeated refraction was performed after the corneal haze improved with best-corrected visual acuity of 20/30 OU.
